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Introduction
X-linkedagammaglobulinemia(XLA)isaprimary
humoral immunodeficiency caused by the btk muta-
tion, leading to lackofBcells in theperipheryand,
inconsequence,lackofimmunoglobulinsandspecific
antibody production. The first symptoms of immu-
nodeficiency are noted after 4 months of life, when
the maternal IgG level decreases. Recurrent bacteri-
al infections,withagoodresponsetoantibiotics,are
typical and, togetherwith lack of tonsils in theboy,
suggestagammaglobulinemia.Moreover,inaminori-
tyofpatients, the lackofB lymphocytes (below1%




memory CD4 T cells (CD4+CD45RO and CD4+
CD45RO+CXCR5+). The total number of T cells,
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noglobulin(intravenousorsubcutaneousformashome
therapy), supportinga stable IgG level in serum (no

















cross-tolerance mechanism. It leads to uncontrolled
proliferativepotentialofautoreactiveTcells[7].
The therapy of autoimmunedisease inXLApa-
tients is similar to patients without immunodefi-
ciency,withoneexception–regularsubstitutionof
immunoglobulins in XLA patients. There are sug-
gestions for substitution inahigherdose (0.8g/kg




Recurrent infections with specific pathogens, e.g.
Mycoplasma pneumoniae, were shown to be associat-





of autoantibody production, as well as various and




and problematic because steroids and immunosup-
pressionincreasetheriskofsevere infections in im-
munodeficientpatients.






of this disease with typical features in children [15,
16, 17]. The criteria of eosinophilic fasciitis includ-
edmajorswelling,indurationandthickeningofskin
andsubcutaneoustissuesymmetrical(ornot),diffuse












a predictive factor for the course of disease, severity
andprogress[18].Therapyisasforotherautoimmune
diseases: steroids, classical immunosuppression. Due
toskininvolvement,methotrexate(MTX)issuggest-
edas thebestchoice, subsequentlyor togetherwith
steroids used in a high dose (intravenous pulses) at
first [16, 17, 19, 20, 21]. Immunosuppression with
azathioprine,cyclosporine,cyclophosphamide,immu-
nomodulatory drugs, e.g. colchicines, and support-





obtainedwith steroids (pulses) andMTXprolonged




defined as complete remission (free of symptoms),
remission (patients with disability without progres-
sion)andfailureoftherapy(progressionofpersistent
symptomsandphysicallimitations)[17].Forchildren




The purpose of this case report is to show the
problems of diagnosis and therapy of this autoim-
munediseaseinaboywithXLA.
Patient
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2011withoutanyproblems.Atthistime,high-res-
olutioncomputedtomography(HRCT)ofthelungs















was noted. The subsequent therapy included anti-
inflammatorydrugsagain,physiotherapy (massage)













tivities with limitation of extra efforts. Anti-pain















Histopathology of muscle biopsy







Periodic acid-Schiff and Grocott stains to reveal
unspecificpathogensincludingfungiwerebothneg-




matory infiltrates were limited to T lymphocytes






Eosinophilic fasciitis in X-linkEd agammaglobulinEmia
Lymphocyticinfiltratesinvademusclewhileendo-
mysiuminvasionisobvious,althoughthetrueinva-
sionofmyofibers isnotunequivocal. Incontrast to
theepimysiumwheregranulationtissueandfibrosis




CD68, CD3, CD20, CD4, and CD8. Other stains
usedwereperiodicacid-SchiffandGrocott.
To summarize, the whole microscopic picture
suggests focal myositis, granulomatous myositis
(peri-epimyositis),andeosinophilicfasciitis.Theclin-
ical symptoms and basic disease together with his-














introduction of MTX (20 mg weekly) as immuno-
suppression.Thesymptomswerestillpresentdueto
steroidsdependence,so,despitevisiblesideeffectsof
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with clinical symptoms of prolonged inflammation









fungi and bacteria including Klebsiella, Proteus, and
Pseudomonas present a higher risk than in patients



















boy, so recurrent episodes of pain and edema were
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